year old mother and 51 year old father who are first cousin Pakistanis. Three older sibs are well. At birth he weighed 2-83 kg and had multiple joint contractures (fig 3a) including fixed hyperextension of the knees, flexion deformity of the hips, valgus deformity of the feet, bilateral elbow flexion, and adduction of the thumbs. There was a left inguinal hernia, a cleft of the posterior palate, and the neck was short with no webbing. Lymphocyte chromosome analysis was normal (46, XY) . At two years two months, during hospital admission for investigation of recurrent chest infections and failure to thrive (weight only 6-8 kg, OFC 47 cm), the joint abnormalities were still present and associated with limitation of movement. The chest was small and there was a mild scoliosis. Diagnoses considered then included pseudotrisomy 18, trisomy 8 mosaicism, and Freeman-Sheldon syndrome. The joint contractures were treated surgically; postoperatively the knees and hips could be fully extended and flexed.
When patient 1 was six years old, one of us (MB) saw a cousin (patient 2), then two months old. The similarity of their joint abnormalities prompted a review of an earlier photograph of patient 1 which showed axillary webbing (fig 3b) . A diagnosis of multiple pterygium syndrome was made in the two cousins. Patient 1 was re-evaluated at the age of seven years ten months when he weighed 10-9 kg and was 96 cm tall (below the 3rd centile). The characteristic facial appearance had developed, with ptosis, antimongoloid palpebral fissures, low set ears, and micrognathia (fig 3c) . Severe kyphoscoliosis was present and multiple webs had developed in the axillary, elbow, and intercrural regions. Neck 733 webbing was marked laterally and in the posterior nuchal region (fig 3d) . He had flexion deformities at the proximal interphalangeal joints and adducted thumbs. There was limitation of movement at the knees and at the hips there was 300 of fixed flexion. Intellectual development appeared normal. He suffered recurrent chest infections. PATIENT 2 (MALE, IV.4, FIG 2) Patient 2 is the fourth child of first cousin Pakistani parents and related to patient 1 (see fig 2) . He weighed 3-12 kg at term after a normal pregnancy and delivery, and deformities of the' knees, hips, hands, and feet were apparent.
At two months, his chin was small, the ears were posteriorly rotated, and there were severe deformities of his feet, with a rockerbottom appearance and vertical tali (fig 4a) . Both hips were dislocated and the knees and hips were held in flexion. The spine was straight clinically and radiologically. The palate was intact but highly arched and there was camptodactyly of the fingers and adducted thumbs (fig 4b) . At eight months he began to sit and at 15 months he could stand, cruise holding on, and Although pterygia were absent, the similarity of the abnormality of the joints to those of his cousins (patients 1 and 2) led to the diagnosis of the multiple pterygium syndrome, with a complex cyanotic congenital heart disease.
The child subsequently fed well and gained weight, but he then became increasingly breathless and was readmitted to hospital, where he suddenly deteriorated and died at the age of five weeks. fig 9 (b, c, d ).
PATIENT 8 (FEMALE)
Patient 8 is the second child of distantly related Jordanian parents. At her birth, the father was 31 and the mother 27 years. Four sibs are healthy. The pregnancy and delivery were normal and the child was reported to be 'small' at birth. Congenital scoliosis was present and there were sucking and feeding difficulties. Fixed flexion at the hips, knees, FIG l0a Patient8 and ankles were noted at five years (although they rockerbottom app may have been present earlier), at which time tenotomies at the ankles were done. Soon after, she began to walk with crutches. Independent walking began at seven years after bilateral femoral osteotomies for fixed flexion at the hips. She was of normal intelligence and attended a normal school.^' She was admitted to this hospital at 11 years 9 months because of four severe 'chest infections' over the previous six months, for one of which she had been artificially ventilated. On examination she was small and thin, weighing only 13-9 kg. There was respiratory distress with tachypnoea, pallor, and dehydration, but no fever. The chest was small and deformed and there was a very severe dorsal kyphoscoliosis. There was marked limitation of movement at the hips, knees, ankles, and feet ( fig  10a) and antecubital and axillary skin webs were present (fig 10b) (fig 13a) . The fingers were held flexed at the metacarpophalangeal joints, and the thumbs were small, proximally placed, and held across the palms. There were skin dimples at the wrists and elbows and the feet were in equinus position. The skin across the abdominal wall from the subcostal region to the pubis was noted to be tight. He was unable to walk but 'bottom shuffled' and had a surprisingly good grip. Creatine kinase, electromyography, and nerve conduction velocities were normal. G banded chromosomes were normal (46,XY). A CT brain scan showed wide basal cisterns but no other abnormalities. When seen at eight and a half years, the kyphoscoliosis had progressed (fig 13b) . He was able to walk about 100 yards. No definite skin webs were present apart from mild syndactyly, but the skin seemed tight across the joints. Intelligence was normal. He suffered recurrent chest infections. Additional features noted at 11 years were that he had no finger flexion creases and very few palmar ones, but the hands could be flexed passively ( fig  13c) . He had limited ability to open the mouth widely. Spectacles for short-sightedness had been worn for the last two years. A school hearing test had revealed mild right sided hearing loss. It was at this time that the diagnosis of multiple pterygium syndrome was made.
Discussion
In their review, Hall et al4 list 15 entities with limb pterygia, including autosomal dominant and recessive forms and those with chromosomal defects, all of which are individually rare. All our patients apart from patients 3 and 11 closely resemble those with the commonest recessive form, the multiple pterygium syndrome. Although patient 3 had a normal face apart from micrognathia at birth, and no detectable skin webs, the similarity of the pattern of multiple contractures to that of his two affected cousins (patients 1 and 2), and the consanguinity of his parents, make it likely that he too had the multiple pterygium syndrome. Patients 1 and 2 also did not develop webs until after birth. Indeed, in only three of the 11 patients were webs specifically noted at birth (patients 4, 5, and 6); in all three, these included lateral neck webs. While it is possible that congenital pterygia in the others could have been overlooked or not recorded, it is important to be aware that lack of webbing at birth does not exclude this recessive syndrome.
Patient 11 had only minimal webbing, namely syndactyly and 'tight skin' across joints. It is likely that he does have the multiple pterygium syndrome, given the similarity to the other patients in terms of the pattern of joint contractures, the facial appearance, short stature, and vertebral anomalies. Marked variability both between and within families has been noted previously,2 4 5 especially with respect to the number and type of webs found.4
The conductive deafness of patients 4, 5, 6, and 11 and associated abnormalities of the middle ear group.bmj.com on July 12, 2017 -Published by http://jmg.bmj.com/ Downloaded from ossicles (documented at necropsy in patient 5 and at operation in patient 6) are similar to the abnormality in another patient, a girl, who had bilateral absence of the long process of the incus and hearing loss.2 Others reported with hearing loss include a female with unilateral hearing loss detected at six years for which a hearing aid was given6and patients 3 (male) and 5 (female) described by Hall et a14 who each had unilateral hearing loss. Hearing loss, perhaps secondary to defective ossicles of the ear, may be part of the syndrome and audiological testing is indicated.
Several other points are noteworthy. Respiratory impairment, congenital heart disease, and mortality. Five patients (1, 5, 7, 8, and 11) It is important to note that intellect is usually normal, although there is danger of mental retardation being assumed due to the multiple congenital defects, misdiagnosis, and delayed motor milestones. Many patients maintain a surprising degree of mobility, despite their disabilities. Manual dexterity is often considerably better than would be predicted from the appearance of the hands. This was particularly so in patient 6, who writes well and plays a number of musical instruments.
Five of our patients (including three cousins) were from Pakistan, and were born of consanguineous unions, one child was born of an Indian father and English mother, and one was from Jordan of related parents. Only four, including two sibs, were British. It is unknown whether or not this high proportion of Asian and Middle Eastern cases is significant or simply a chance occurrence. Nevertheless, the families presented provide strong support for autosomal recessive inheritance of the syndrome. Widening of symphysis pubis and of ischiopubic synchondroses. Bilaterally subluxed femoral heads. Prominent frontal bone and marked convolutional markings of skull. PATIENT 6 Triangular fourth sacral segment, leading to a right angled bend in sacrum. Pelvis showed narrow, small iliac wings, large ischia directed downwards, and protrusio acetabulae. PATIENT 8 First metacarpophalangeal joint of right hand subluxed. Left patella very small and dislocated (no film of right knee). PATIENT 9 Secondary inferior hooks at the kyphoscoliosis.
Pelvic configuration same as patient 6. PATIENT 
10
Iliac wings of pelvis flared. Fused lunate and triquetrum at wrists with abnormally small carpal centres. PATIENT 
11
Proximal pseudoepiphyses of second and fifth metacarpals. Horizontally placed lunate bones of wrist and small scaphoid bones. Small capital femoral epiphyses. Broad femoral necks. Generally, flared metaphyses and small epiphyses of long bones. Radius and ulna abnormally short and abnormally modelled.
